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Annotaunsa: Jd u3y4eHHA TOcTaBIeHHOM We OBI 
W3YYeHbI MYyTalMH TOuMMOppu3MbI TeHoB (ouaTHOrO 
wuKiia C677T B reae MTHFR, A1298C B rene MTHER, 
A276G B reHe MTR, II22Met B rene MTRR. Ha 
OCHOBaHHH TOJLYYCHHBIX pe3YIbTaTOB lpoBeyeHa 
OWeHKa BJIMAHHA aHHbIX TMONHMOpdu3MOB- Ha 
HapylleHHa KOrHHUTHBHBIX dyHKuHH y wereti c JIL. 
Uccnegqopatesbckylo rpyity cocrapumu 97 ere B 
Bo3spacte oT 2x yo 10 meT, c pa3smM4HEIMH dopMamu 
AI. Tlonopoe cooTHomenne 3:2, 62 Mambunkos u 35 
jeBoueK, cocTosijHe Ha yuyete B PecryOmuKaHcKoli 
TeTCKOM MCHXOHeBpOOrMYeckKol OombHHIe UMeHH Y.K. 
KypOaHopa 3a mepwoy 2019-2022 rons. Ipynny 
KOHTposa coctaBusmM 90 3q0poBBIx WeTeli. uarHo3 OBLI 
BBICTaBJICH Ha OCHOBaHHH HeBposlorM4ecKoOro, 
licuxoyloruyeckoro craryca 4 MPT rosoBHoro Mosra. 


Kunouesbie — C10 a: WepeOpabHEi =» Mapayim4, 
TOMMOppu3M reHoB douaTHoro wuKa, GMFCS, 
MTHFR, MTRR, MTR, 3aqepxka 9Tal0B pa3BHTHA, 
YMCTBeHHad OTCTAJIOCTb, CllewMdu4eckHe paccTpoiicTBa 
Pa3BHTHA LWIKOJIBHBIX HaBBIKOB. 


Tle q{uaTpH4ecKkoro MeAMUMHCKOrO 
WHCTHTYTa, TalikeHTCcKHii 
IlequaTpuueckni MexqMUMHCKHH 
MHCTHTYT 


AKTyaJIbHOCTB. 


Jletckuit WepeOpanbubili napanmy (JIM), mpu koTropom oTMeyarloTca HapylleHuA pasBuTHA MOTOPUHKH 
HW MOAWepxKaHHuA MO3bI IPHBOAAMIMe K OrTpaHH4eHHio PYHKUMOHAIbHON akTUBHOCTH [1,3,4,7]. Tak xe 
y mete c JLT kpome storo Bctpeyaetca coueTaHHe C HapyllleHHa CeHCOpHbIX CHCTeM (HaHOosIee 
yacTO 3peHHA WM ClJlyxa), KOrHMTHBHBIX JUCyHKUMM, HapylwieHuA peuwH HU pa3sBHTuA peOeHka, 
CHMITOMAaTHYeCKON SIIMIeNCHeH, BereTaTHBHbIMH pacCTpOMCTBaMH, BTOPHYHbIMH OPpTONeAM4eCKHMU 
TipoOsemamn [5,6,8]. 


Uccneyqopanua moKa3amM cpequ daxropos pa3zButTua JIL] mpenatanbypie 3anumarot 37-60%, 
WHTpaHatasbHble — B 27-40% uw TocTHaTasIbHbIe — B 3,6-25%»1, HO Oomee 4eM y MOJIOBHHBI 
JIOHOWICHHBIX JjeTeli BLIABUTb ITHOMOrM4eCKHH PakTOp pa3BUTHA 3a00eBAaHHA He yaaétca. B cBa3n c 
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3THM MHpoBoe HayyHoe COOOMeCcTBO HalipaBJIaeT CBOH YCHJIMA K MCCIIeqOBaHHIO TeHeTH4eCcKol 
JIeTePMHHUMPOBaHHOCTH aHHOu MaTouorMu.B Mupe TpoBoyHTcA pa Hay4HbIx UcceqOBaHuit, 
TIOCBAL[CHHBIX HW3Y4eCHHIO KJIMHMYeCCKMX, TeHeTH4eCKHX aCIIeKTOB HW JOCTWKCHHIO BbICOKOM 
3deKTHBHOCTH HOBbIX TOAXOAOB K HarHOCTHKH JeTCKOrO WepeOpasbHoro MapamM4a, B 4acTHOCTH, 
93TH HCCIeOBaHHA HallpaBsIeHbI Ha BbIABJIGHHe YaCTOTbI 3HAYMMBIX (pakKTOPOB pucKa pa3BuTHaA JILITI. 
OcoOoe 3Ha4eHHe UMeeT OleHKa (akTOPOB pHCKa pa3BHTHA, KJIMHHMKO-HeBpOJIOrM4ecKHX 
ocoOeHHOCTel, ImpoBeqeHwe TeHeTH4ecKorO aHasM3a, oOlpeyeyeHHe MOJMMOpMHbIX BapHaHTOB 
OTJ[CJIbHBIX TeCHOB, OI[CHHTb KIIMHHKO-reHeTH4eCKHe aCcIieKTbI, pa3padoTaTb KpuTepHu paHHeli 
jMarHocTuKu. B cBa3M Cc 9THM HeOOXOAMM JaJIbHeMIM aHaln3 BIMAHHA ITMOMATOreHeTH4eCKHX, 
reHeTHYceKHX (akKTOPOB, a Tak2xKe YPOBHA TOMOIIMCTeHHa y OepeMeHHOM 2KeHIMHbI, 4TO ABIIACTCHA 
BaKHbIM 3BCHOM B TlaTOreHeTHYeCCKOM MeXaHH3Me HapyllleHHA OHTOFeHe3a TIOWa. OWeHKa KJIMHHKO- 
TeHeTHYeCKON KOppeAMHH MO3BOMT YIYYIMTb TaKTHKy BeJeHHA MW JIeYeHHA OOJIbHBIX C JeETCKOM 
ljepeOpasIbHBIM Mapammyom. [11,12]. 


Ife1b wcCIeqOBaHHA: Ha OcHOBe [IpoBeyeHHA TeHeTH4YeCKOrO aHaJIW3a OLCHHTb PpOllb 
TOMMOpdu3MoB rena PouaTHOTO WHKIa B POPMHPOBAHHN HU ero BIMAHMe Ha HapylieHve MHTeIIeKTa 
y WeTeii c WeTCKUM WepeOpasIbHBIM MapasiM4emM. 


MatepuaJbi HM MeTOJIBI: 


J[ia w3y4eHHA MOcTaBICHHOM WelH OBLIH W3yYeHbI MyTalMH MONHMMOpu3MbI TeHOB MouaTHOTO 
uuKkia C677T B rene MTHFR, A1298C B rene MTHFR, A276G B rene MTR, H22Met B rene MTRR. 
Ha OcHOBaHHH MOJYICHHEIX pe3yIbTaTOB MpoBeyeHa OLeCHKAa BUIMAHHA TAaHHbIX MOUMMOpdu3MoB Ha 
HapylWieHHA KOrHUTHBHBIX PyHKuMi y were c JIL. Uccneyosatensckyto rpymmy coctapystu 97 
yeTei B BO3pacte oT 2x Wo 10 eT, c pa3smM4HEIMN dopmamn JIL. Tomnosoe coorHomtenne 3:2, 62 
MaJIBYMKOB H 35 WeBouek, COcTOsUHe Ha ydeTe B PecttyOmmkaHcKOW JeTCKOM TcHxOHeBposIOrMyeckoit 
OombHule UMeHH Y.K. KypOaHosa 3a mepuoy 2019-2022 rong. [pymmy koutpona coctapunu 90 
30pOBbIx JeTeli. J[uarHo3 Obl BLICTaBJICH Ha OCHOBaHHH HeBpOJOrMYecKOrO, TCHxXOuOrM4ecKoro 
craryca 4 MPT romosBuHoro Mosra. 


BaxkHbIM BOIIpOcoM UccyIeqoBaHHi TeHeTH4ecKONM MpezpaciouoxKeHHOCTH MHoOrodakTOpHBIx 
3a00leBaHHit =ABIAeTCA W3y4eHHe BIIMAHMA OUMMOpdv3MOB YTeHOB Ha _ HHTEeIJIeKTyaIbHbIe 
HapylieHua. B cBa3H Cc 4eM Ha JaHHOM 9Talie padoTb! MpoBeyzeHa cTpaTud@ukaluaA 10 ypOoBHIO 
HapylieHua WHTeIeKTa Ha 3 rpynmbl: 1)qeTu c 3aepxKKOM 9TANOB pa3sBHTHA U crlelM@u4eckKuMU 
paccTpolicTBaMH pa3BHTHA LWIKOJIbHBIX HaBbIKOB n=49 were c JI; 2) germ c coxpaHHbiM 
WHTeIeKTOM, n=13; 3) HeTH C yYMCTBeHHOM OTCTAaIOCTbIO( JIerKOM, yMepeHHOH, TaHKeTOM) n= 35. 
UccneqopaHuad 2oKa3asiM, BIMAHHe 2x MouMMOppu3MoB C677T A B rene MTHFR, A2756G B reHe 
MTR saBiaroTcd 3Ha4HMBIMH B pa3sBHTHH HapyWieHuA MHTeWIeKTa y OOcMeqOBaHHBIXx WeTe c JLT. 


IIo uactote BcTpeyaemocTH cpequ crTpaTuduuMpoBaHHbiIx Ipylil MyTaHTHbIM amwietb T 
momuMopdu3ma C677T A B rene MTHFR ctatuctTuyecku 3HauuMo B 5 pa3 4allle BCTpeyaetca y JeTeit 
c JIU c coxpaHeHHbIM HHTeJICKTOM 4eM B IOMyIAIHOHHOM BEIOOopKe: OR=4,9, 95%CI: 2,09-11,52; 
72=15,14, p<0,001. Pomo3nroTHoe HOCHTeIbCTBO MOMMOpHOrO asiea yBemM4nBaeT puck JIT c 
COXpaHeHHBIM HHTeJJICEKTOM MOUTH B 8 pa3: OR=7,64, 95%CI: 1,73-33,69; y2=9,19, p=0,003. B aByx 
upyrux mogrpynmax c Oolee TaxKeJIbIM HapyWIeHHeM HHTeIWICKTa C 3aepxKKOM 9TAMOB pa3sBHTHA U 
YMCTBEHHOM OTCTAJIOCTbIO 3HAYHMO OTJIMYAIMCb OT 4ACTOT aseuei MH reHOTHNOB B rpynme UC, 
HOITOMY alee COMOCTABJICHbI JaHHbIe MEK LY IpylMo C COXpaHHbIM HHTCJVICKTOM MpOTHB rpyliibl C 
HapyUICHHbIM HHTeICKTOM. Pe3yiIbTaT cTaTHCTH4eCKHX CONOCTAaBJICHHM WOKa3as1, uTO T aliiesb 
nomuMopdu3ma C677T A Bs rene MTHFR scetpeyaetca y aeTei co cpeqHHMM HM TADKCIIbIMH 
HapylieHvaMu uHTeIeKta upH JLT wu nourn B 3,5 pa3a MeHbIle, 4eM Y OOJIBHBIX JeTei Cc 
COXpaHHbIM WHTeWIeKTOM (OR=0,29, 95%CI: 0,12-0,67; ¥2=9.12, p=0,003), a mpu romo3HroTHOM 
HOCHTesIbcTBe — B 5 pa3 MeHbItIe (OR=0,21, 95%CI: 0,05-0,84; y2=5,64, p=0,018). B pe3ynprate 
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HOCHTEJIBCTBO TOJMMOPQHOrO asWIesA ABJIACTCA MIPOrHOCTH4eCKH OarompHATHBIM (baxTopom JIL , 
CBUJCTeIBCTBYIOWNCM O OOJbINeH BepOATHOCTH TeYeHuA 3a00JIeBAHHA C COXPaHHbIM MHTeIWICKTOM. C 
yYUCTOM OTCYTCTBHA pazIM4Yni MExKAYy MOMyIAYHOHHOM BEIOOPKON UH WeTel CO CpeHHMH MU TAKCIBIMH 
HapylieHHaAMN HHTeWIeKTa mpu JIT no nommmopdu3smy C677T A B rene MTHFR MoxxHo cyemaTp 
BBIBO, UTO JaHHBIM MOMMMOpu3M ABIIAeTCA (akTOpoM pucka JIT] c coxpaHHbIM MHTeIWICKTOM. 


IIpu oeHke 4acTOTbI BCTpeyaemocTu MomMMOpmu3mMa A2756G B reHe MTR, BbIABIIeHa CBA3b C 
HapylieHveM UHTeWIeKTa. CraTucTw4ecKH 3Ha4HMO MYyTAaHTHBIM G asuielb aABsIAeTCA (bakKTOPOM 
rpyOoro HapylieHua unTemeKta y geTeti c JIIII: B BeposTHocTb oOHapyKeHHA y OOBHBIX C 
YMCTBCHHO OTCTAJIOCTbIO MOMMOpHHoro aswiesa G yBemmuuBaetca B 3 pasa (OR=3,12, 95%CI: 1,67- 
5,83; ¥2=13,33, p=0,0004) u B 5,5 pa3 - romo3uroTHoro renotuma G/G (OR=5,44, 95%CI: 1,48-19,96; 
72=6,17, p=0,013). 


IIpu conmoctTaBleHHu JaHHbIXx 110 paciipeyeseHuto ayiesei HW reHOTHIMOB TO JaHHOMy TOsMMopdu3My 
cpequ OOJbHBIX jeTeii OObBeAHHeCHHBIX B OHY Ipyllly Kak 3ayepxKKa 9TAaNOB pa3BHTHA 
+cnelumuyeckve paccTpolicTBa pa3BHTHA LIKOJIbHBIX HaBbIKOB+ COXpaHHbIit MHTesIeKT=62(n=62) 
moKa3ayi0, 4TO G aliledib CTaTHCTHYeCKM 3HAaYHMO OosIee 4eM B 2 pa3a BCTpeyaeTCA pexke, 4eM B 
rpynne YO (OR=0,47, 95%CI: 0,25-0,90; ¥2=5,32, p=0,022), xapakrepu3ya WaHHbIit MomMMOppu3M 
Kak (paxtop pucka JILIII c rpyOsmm HapymieHueM HHTeIIeKTA. 


Bison: 


1) nmonmumopdu3m A2756G B rene MTR apasaetca daKkTopom pucKka pasBuTua JIL] c rpyosim 
HapylleHHeM MHTeJWIeKTA . 


2) Wlonmumopdu3m C677T A B rene MTHFR apnaetca cdbaxtopom pucka JIL c coxpaHHbim 
WHTeJICKTOM 


3) Onpeyenenue 3Ha4uHMbIX B pa3BHTHH HWHTeWIeKTa MOuMMOppu3MoB reHoB (ouaTHorO WHKIa 
C677T B rene MTHFR, A2756G B rene MTR cnoco6cTByroT IporHo3sy paHHei WHarHocTHKU u 
CBOCBPpeMCHHOMY BBeJCHHIO IICHXOJIOrM4eCKOH Koppekuuu y yeTeH c JIL]. Tax kak ypoBenb 
HapylWIeHHA MHTEIWICKTA B MOCIICAYIOWEM OMpeeAeT TAXKECTh TAHHOM MaTOJIOrMH. 
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